At 22 days of life, a girl presented with one day of vomiting after every feed. The vomit was milk colored, without bile or blood. Since birth, she had intermittent vomiting. She had no diarrhea, cough, congestion or fever. Her urine output was decreased. Case and diagnonis are discussed in the case report.
CASE
At 22 days of life, a girl presented with one day of vomiting after every feed. The vomit was milk colored, without bile or blood. Since birth, she had intermittent vomiting. She had no diarrhea, cough, congestion or fever. Her urine output was decreased. Also, her parents felt that her eyelids were puffy.
During pregnancy, her mother's alpha-fetoprotein was elevated. She was born at 38 weeks gestation by normal spontaneous vaginal delivery. The cord was wrapped around her torso, the amniotic fluid was meconium stained, and the placenta was enlarged. She had polycythemia which required an exchange transfusion, and her newborn thyroid screen was abnormal. The patient had no surgeries, was not taking any medications and had no allergies. She was of Caucasian background and had an older sibling. With the diagnosis of PS as the cause of her vomiting, the work-up might seem complete. However, her complicated birth history including polycythemia requiring an exchange transfusion and her facial swelling were also notable. So, another medical illness was considered. Proteinuria and hypoproteinemia diagnosed CNS in this infant. Two adults cases with nephrotic syndrome and polycythemia were found. [5, 6] However, no infants or children were found with this association. Polycythemia does seem possible with nephrotic syndrome due to hemoconcentration caused by hypoproteinemia and edema. Since polycythemia occurs in newborns, another cause of polycythemia in a newborn might be overlooked. In a series of 41 patients with CNS, 12% presented with PS. The reason for this is unknown. [7] CNS is a rare disorder presenting within the first three months of life. It has a worse prognosis than nephrotic syndrome occurring after 1 year of life. [8] It is characterized by proteinuria, hypoalbuminemia, edema and hypercoagulability. CNS includes a heterogeneous group of renal diseases that cause increased glomerular permeability. The most common cause of primary CNS is the Finnish type (CNS-F). Other primary causes of CNS include diffuse mesangial sclerosis, minimal change nephrotic syndrome and focal segmental glomerulosclerosis. Secondary causes include syphilis, toxoplasmosis, cytomegalovirus, hepatitis B and C, human immunodeficiency virus, mercury intoxication, genetic malformation syndromes such as XY gonadal dysgenesis, systemic lupus erythematosus and amyloidosis. [8, 9] CNS-F is an autosomal recessive disorder with a defect in chromosome 19, the nephrin gene. This protein is associated with the glomerular filtration barrier. [8, 9] Neonates with CNS-F often have large placentas, are born premature and are small for gestational age. Proteinuria occurs prenatally, and maternal serum alpha-fetoprotein is elevated. In families with CNS, maternal alpha-fetoprotein may prove helpful for prenatal diagnosis in future pregnancies. Edema often develops within the first week of life. Infants have wide cranial sutures, large open fontanels, small noses, wide lowset ears and umbilical hernias. They feed and grow poorly secondary to protein loss, edema, pyloric stenosis and gastroesophageal reflux (GER). [9] Alpha-fetoprotein was elevated, and this infant had an enlarged placenta and an enlarged anterior fontanel. She may have had GER and had PS. However, she was not premature and was growing well.
Since most infants with CNS develop end stage renal disease, transplantation is necessary. Bilateral nephrectomy, peritoneal dialysis, a high-calorie / high-protein diet, vitamins, albumin and diuretics are utilized to reach a recommended weight for renal transplantation. [9, 10] Treatment and observation help prevent and diagnose infections and thromboembolism early. Bilateral nephrectomy, prior to transplantation, has been standard treatment. [9, 10] However, in a series of seven patients, transplantation at >2 years was possible with unilateral nephrectomy while transplantation at age 1 with bilateral nephrectomy. Unfortunately, CNS-F recurs in about 25% of patients after transplantation. [8] This infant had a bilateral nephrectomy at age 6 months and received peritoneal dialysis, albumin, immunoglobulin, diuretics, thyroid replacement and fluid restricted concentrated feeds to enable her to reach an age at which time renal transplantation would be more successful. At 14 months of age, she received a deceased renal transplant and subsequently was treated with cellcept, prograf, valcyte, mepron and prilosec and had a minimum fluid requirement of 1 liter per day. This infant's vomiting was due to PS. However, without consideration of her complicated newborn course and her facial edema, the diagnosis of CNS could have been missed. While children generally have only one illness, more than one can occur. When it is unlikely that the disease diagnosed could cause all of the abnormalities found, further work-up for another cause is necessary. In the end, it is hoped that an earlier diagnosis might lead to prompt treatment, decreased complications and improved outcomes.
